negative and her skin examination findings were noncontributory. Examination of the skin of the baby revealed the presence of focal areas of erosion over the elbows, near the wrist, and on the chest. Rest of the skin showed no evidence of erythema or inflammation. There was the absence of ectropion/ eclabium, but Nikolsky's sign was present. There was sparing of palms and soles though dystrophy of nails was present. Gastrointestinal examination revealed mild epigastric fullness. Rest of the abdomen was scaphoid, and no palpable lump could be felt. Bowel sound was absent. Ten French rubber catheters could be passed per orally and per anum smoothly, as per protocol. The presence of blisters on the skin prompted us to think of staphylococcal scalded skin syndrome, neonatal pemphigus, congenital syphilis and EB and bullous ichthyosiform erythroderma. Keeping these differentials in mind further workup was done. Laboratory examination revealed leukocytosis, hyponatremia, and hypokalemia. Blood culture was ABSTRACT Epidermolysis bullosa (EB) is a rare hereditary disorder characterized by the formation of blisters following minor trauma. It has been traditionally categorized by the level of basement membrane zone separation into EB simplex, junctional EB, and dystrophic EB. Recently, hemidesmosomal EB has been proposed as a fourth category, which includes EB with muscular dystrophy and EB with pyloric atresia (PA). Among the subtypes, EB with PA is a rare form of EB. We report here a neonate with EB-PA, who, unfortunately, died on the 2 nd day of life.
INTRODUCTION
E pidermolysis bullosa (EB) is an inherited mechanobullous disorder of the skin and is divided into three major categories: EB simplex, dystrophic EB, and junctional EB. Recently, a fourth type, the hemidesmosomal type has been proposed with two subtypes. Mutations in the plectin gene cause EB associated with muscular dystrophy, whereas EB associated with pyloric atresia (PA) results from mutations in the alpha 6 and beta 4 integrin genes. [1] EB-PA is usually lethal, but nonlethal variants have also been reported. The affected individuals with the lethal forms usually die within the 1 st weeks or months after birth, whereas, in the nonlethal variants, the clinical severity tends to improve with age. [2] CASE REPORT A 1.6 kg male newborn presented with generalized exfoliative skin lesions and nonbilious vomiting since birth [ Figure 1 ]. He was born of a normal vaginal delivery with no evidence of collodion membrane. There was no history of consanguinity, and there was no family history of the similar disorder. This is an open access article distributed under the terms of the Creative Commons Attribution-NonCommercial-ShareAlike 3.0 License, which allows others to remix, tweak, and build upon the work non-commercially, as long as the author is credited and the new creations are licensed under the identical terms.
For reprints contact: reprints@medknow.com negative. Straight X-ray of the abdomen of the baby revealed single gas shadow in upper abdomen with a single bubble appearance [ Figure 2 ]. Ryle's tube aspiration (of nonbilious content), intravenous fluid, and broad spectrum antibiotic was administered. Skin biopsy from the blister area and further evaluation for comorbidities could not be done as the child died on the 2 nd day of life due to dyselectrolytemia. Based on clinical and radiological findings, a diagnosis of EB with PA (EB-PA) was made.
DISCUSSION
The earliest description of PA is credited to Caleder in 1733, and Swinbure and Kohler first described the association of PA and EB in 1968. This association was then extensively described by Teran. [3] EB-PA is a rare autosomal recessively inherited form of a hemidesmosomal variety of EB [4] which presents at birth with severe mucocutaneous fragility and gastric outlet obstruction. [5] It is caused by genetic mutation in either the alpha 6 or beta 4 integrin genes [5] and the level of separation while being intraepidermal are localized at the inferior aspect of the basal keratinocytes. [4] The lesions are usually widespread over the areas of trauma and can result in atrophic scarring. Most affected children succumb as neonates, as in our case. Those who survive may have severe blistering with the formation of granulation tissue on the skin around the mouth, nose, fingers, toes, and internally around the trachea. However, there are also reports of some affected individuals having little or no blistering later in life. [6] Additional cutaneous features include the congenital localized absence of skin (aplasia cutis congenita), milia, nail dystrophy, scarring alopecia, hypotrichosis, and contractures. [6] Early attempts at feeding result in vomiting which is not bile-stained. [3] The condition is sometimes complicated by the presence of ureteral and renal anomalies, including hydronephrosis, ureterocele, absent bladder, dysplastic kidneys, urinary collecting system/kidney duplication, obstructive uropathy, and glomerulosclerosis. [6] These comorbidities could not be excluded in our case since the baby died on the 2 nd day of life. The diagnosis of EB was considered in the neonate because of blistering and erosions since birth which was mainly localized to the trauma-prone areas of the body. A negative VDRL in mother and absence of collodion membrane excluded congenital syphilis and bullous ichthyosiform erythroderma, respectively. SSSS was excluded because of the absence of blisters around oral mucosa, nose, umbilicus, and other flexures and negative blood culture. Nonbilious vomiting, epigastric fullness, and single bubble appearance on X-ray were points in favor of PA. PA should be differentiated from the pyloric membrane, hypertrophic pyloric stenosis, duodenal atresia, annular pancreas, and malrotation with midgut volvulus. Because the clinical features of all subtypes of EB overlap significantly, examination of a skin biopsy is usually required to establish the diagnosis of EB-PA, especially in infants. Examination of a skin biopsy by (1) transmission electron microscopy and/or (2) immunofluorescent antibody/ antigen mapping are the best ways to reliably establish the diagnosis of EB-PA. [6] Management for the cutaneous condition is essentially supportive and consists of prevention of infection, avoidance of trauma, and eye care. Management of gastrointestinal complication can vary from excision of the membrane in pyloric membrane variety; gastroduodenostomy (best if feasible); and Roux-en-Y gastrojejunostomy (second best option to restore gastrointestinal continuity). Whereas the surgical management for PA is straightforward, septicemia, electrolyte imbalance, protein loss and failure to thrive complicates the severe exudative skin lesions, often leading to death, and it has led to the recommendation that surgical treatment be withheld in patients with PA-EB. [3] In our case, we had planned for exploration and Roux-en-Y gastrojejunostomy (favored for its technical simplicity and rapidity of the procedure) once the baby was stable, but could not be performed since the baby did not survive in spite of the preoperative supportive care. Prognosis of isolated PA is found to be excellent but the cases associated with EB has a dismal prognosis, as in our case, the baby did not survive until operation could be undertaken. [7] 
